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Hapymenusi 1unuaHoro ooMeHa — 4acToe siBjieHHE B €XKeJHEBHOW NMPAKTHKE Bpaya. DTH HAPYLHIEHHs HOCAT KAK MePBHYHBbIIA,
TaK M BTOPUYHBbI XxapakTep. [Ipu THpPeOoTOKCHKO3€e, KaK NMPaBWJIO, HAOJI0AAETCS HOPMAJIbHBIA WIN CHYXKEHHBIN YPOBEHb 0OIIEro
X0JIeCTePUHA, JMNONPOTENI0B HU3KOi iIoTHOCTH. [IpNBeaeH KIMHNYECKHil CIIydaii MANMEHTKH ¢ TAPEOTOKCHKO30M U THIEePTPH-
mmnepunemueii. IIpeacTasieHbl KIMHUKO-1a00paToOpHbIE Pe3yJbTaThl 00cIe10BaHus pedeHKka u ero poaurteneii. [Iposexero JHK-
TECTUPOBAHKE C IeJIbI0 YTOUHEHHS AMardo3a u auddepeHmaibHoi AMATHOCTHKA THIA aucaunuaemun. IIpoaeMoHCTpUpOBaHHDII
KJIMHUYECKMiA CJTyYail MOKAa3bIBAET, YTO 32YACTYI0 BOBHMKAIOT CJI0KHOCTH B JMATHOCTHYECKOM MOMCKE 3THOJOTHM JUCTHUNUIAEMUN
U ee KOPPeKIHH.
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Disorders of lipid metabolism in endocrine diseases are a frequent occurrence in the daily practice of a doctor and usually have
secondary nature. In thyrotoxicosis they have normal or decreased level of total cholesterol and low-density lipoproteins. A clinical
case of a patient with thyrotoxicosis, hypercholesterolemia and hypertriglyceridemia is presented. The clinical and laboratory results
of the study of the child and his parents are presented. DNA testing was conducted to clarify the diagnosis and conduct differential
diagnosis of dyslipidemia type. This case shows difficulties in the diagnostic search for the etiology of dyslipidemia and its correction.
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Hapymem/m JIMTIUTHOTO COCTaBa KPOBU — JUCITUTIM -
JIeMUU — 3aHUMAalT Belylllee MeCTO B TepeuHe
(hakTOpOB pHCKa pa3BUTUsI OCHOBHBIX 3a0o0JieBaHUI
CepIeYHO-COCYIUCTON cHUCTeMbl. ducaumumeMun Tpa-
MUIIMOHHO KJIACCUMUIIMPYIOTCS B 3aBUCUMOCTH OT TOTO,
YPOBEHb KaKUX HWMEHHO JMIIUIOB W JIMMOMPOTEUI0B
BBIXOAUT 3a Tipedeabl HOopMbl. KpaitHe BaxkHo mudde-
PEeHUMPOBATh NIEPBUYHBIE U BTOPUYHbBIC TUCIUTTAIEMUH,
TakK KakK B 3TUX CJIydasix TAaKTUKa JICUeHUs pa3indaeTcs.

IlepBUuHBIE AUCAUTIMAEMUM OOYCIOBJIEHBI MYyTa-
LIUSIMA T€HOB, YTO TIPUBOJUT JIMOO K TUIIEPIPOIYKIIUN
W HapylIeHUIO KJIVMpeHca TPUIJIMUEPUIOB U JIUTOIPO-
TEUJIOB HU3KOW TUIOTHOCTH, JIMOO K HEZOCTaTOYHOI
MPOAYKIIMU U YCKOPEHHOMY KJIMPEHCY JIMIIONPOTEUI0B
BBICOKOW TIJIOTHOCTHU. BOJIBIIMHCTBO CllydaeB IUCIUTIH-
JIEMUU OTHOCSITCS K BTOPUYHBIM. OCHOBHBIMU TIPUYM-
HaMU CJIy>KaT caxapHblil 11abeT, TUITOTUPEO3, XPOHUYE-
ckag maTtosiorus mouek. B Hactosiiee Bpemst BcemupHoii
opraHuzalueil 3ApaBOOXpaHEHUs TIpUHSTa Kiaccubpu-
kamus D. Fredrickson, coriacHo KOTOpoOil BbLaesIeTCS
HECKOJIBKO (DEHOTHUTIOB (CM. TaOJIuILy).

®enorun 1 xapakrepusyeTcsi U30JIMPOBAHHBIM IT0-
BBILIIEHUEM YPOBHSI XUJOMUKPOHOB. KoHIIeHTpauus
o0111ero XoJieCTepuHa W TPUTIULIEPUAOB MOXET ObITh
YMEPEHHO TIOBBIIIIEHA. DTOT TUIT BCTpEYaeTCs MeHee
yeM B 1% ciiydaeB BceX TMNEPIUNMUIAEMHUI M, KakK Ipa-
BWJIO, OOYCJIOBJIEH HACJEJACTBEHHBIM JedeKTOM TeHa,
KOAMPYIOIIETO JTUIONPOTeUHINNA3y TJ1a3Mbl. YKa3aH-
HbBII PEeHOTUT TUCIUTTUAEMUIT OOBIYHO HE aCCOLIMUPYIOT
C pa3BUTHEM aTepOCKIIepo3a.

Hnsa ¢enoruna Ila xapakrepHO TOBBIILIEHWE KOH-
LIEHTpaMU  JIUTIONIPOTEUIOB  HU3KOW  TIJIOTHOCTHU
U XOJIECTEpUHA, YPOBEHb TPUTIULIEPUIOB HAXOIMTCS
B Mpenenax HOPMbL. DTOT (EHOTUIT AOBOJIBHO pacipo-
CTpaHEeH B TIOMYJISILIMU M TECHO CBSI3aH C pPa3BUTUEM
arepockiiepo3a KOpoHapHbIX cocynoB. [lpu Hacnen-
CTBEHHbBIX HapyIICHUSIX JIUTIMIHOTO ooMeHa [la heHoTUTT
NIMATHOCTUPYETCS Y OOJIbHBIX C CEMEMHOI U TTOJTUTeHHOM
TUTIePXOJIECTEPUHEMUEH.

VYV muu ¢ penoruriom IIb orMeuaroT KOMOMHUPOBAH-
HYIO TUTIEPJIMITUAEMUIO, TaK KaK MOBBIIIEHBI KOHIIEHTpa-
LIUY JIMTIOTIPOTEUIOB HU3KOM U OUeHb HU3KOM TJIOTHOCTH,
XOJIeCTepUHA Y TPUTJIULIEPUIIOB. DTO pacrpOCTpaHEHHbI

KJINMHUYECKUE CJTYHAU

W aTeporeHHbIN TUI. B ciaydasix mepBUYHON TUMEPIUTIU-
nemun 1Ib heHoTHT OTMEYalOT Yalle y OOIbHBIX ¢ ceMeli-
HOl KOMOMHHMpOBaHHOU rtunepaunuaemueit. Hepenko
KOMOWHMPOBAaHHASI TUTIEPIUTTAACMUST CIYXKUT TIPOSIBIIE-
HUEM BTOPUYHBIX HAPYIIEHW TUTTUTHOTO OOMEHa.

®enotun 11 TposiBAsieTCS TOBBIIIEHUEM YPOBHS
JIUTIOTIPOTEUIOB  TIPOMEXYTOUHON  TUIOTHOCTH W,
KakK CJeNCTBUE, XOJeCTepuHa W TPUIIMLEPUIOB. DTO
JIOBOJIBHO peAKUI BUJ HApYIIEHUS JTUMTUIHOTO OOMEHa,
yacto accouumupyercs ¢ ¢eHorunom anoE2/E2,
MpU KOTOPOM PELIETITOPhI TIEYEHU XyXe, YeM TpU ApYy-
rux ¢eHoTurax arornporeraa E, CBSI3bIBalOT JUATO-
MPOTEUIbl MPOMEXYTOUHON TmoTHOCTH. MDenorum 111
OOBIYHO BBISIBJISIIOT TIPU METa0OIMYECKHX HapYILIEHUsIX,
B YaCTHOCTU Yy OOJIbHBIX C METa0OJIMYECKUM CUHIPO-
MOM U caxapHbIM auaberoMm. Y Hocureneit [11 dhenoTumna
BEPOSITHOCTb Pa3BUTHSI aTepOCKIIepO3a OUYeHb BhICOKA.

Hna IV deHoTumna xapakrepHa TOBBIIIEHHAs] KOH-
LIEHTpaLMST JIMTIONIPOTEUIOB OYeHb HU3KOW TIJIOTHOCTU
W TUTIEPTPUTIIMLEPUAEMUST. DTO pacTIpOCTPaHEHHbIN TUTI
TUCTUTIMIEMUN, eT0 BHISBISIOT Y 40% OGOJNBHBIX C Hapy-
MEeHWSIMA JUnuaHoro obmeHa. Menotun IV MoxeT
OBbITb TIPOSIBJIEHUEM CEMEWHON TUIepTPUTrIULEpUIC-
MUHU, a TaKKe YacCThIM TMPOSIBIEHUEM BTOPUYHBIX Hapy-
LIEHWI JIMTIMIHOTO OOMeHa. YpOBEHb TPUTIIMLIEPUIIOB
npu IV denotune komnebiercs B mpenenax 2,82—11,3
MMOJIb/JI, COAepKaHWEe JTUTIOTIPOTEUIOB BHICOKOM TLIOT-
HOCTH YacTo cHukeHo. Oba 3Tu akTopa UTparoT HeMa-
JIOBaXXHYIO POJIb B pa3BUTUU aTePOCKIIEpO3a.

denorun V orMeuaoT peako. XapaKTepu3yeTcsl Ofl-
HOBpPEMEHHBIM TOBBIIIIEHUEM KOHIIEHTPALMU XUJIOMM-
KPOHOB M JIMMOTNPOTEUIOB OYeHb HU3KOW TUIOTHOCTH,
a TakKe TUMEePTPUTIULIEpUIEMUEH U YMEPEHHBIM MOBbI-
LIEHVEeM COJIepKaHUsI XOJIeCTeprHa. YPOBEHb TPUTJIUILIC-
puaoB MoxeT mocturath 20 MMoJib/n u 6ojiee. OOBIYHO
HET 4YeTKOW CBA3M Mexay V (eHOTUNOM U pa3BUTUEM
arepockiiepo3a. OmHAKO BbIpaXkeHHas] TUMEPTPUTIINLIC-
puaeMusi, XapakTepHasi i1 9Toro (heHOTHuIla, oracHa
pa3BUTHEM OCTPOTro NaHkpeaTtuTa [1].

BaxxHO oTMeTUTB, UTO TIpUBEIeHHAs KiacCubuKaims
He MO3BOJISIET MTOCTaBUTh TUAaTHO3 3a00JIeBaHUST, KOTOPOE
BBI3BAJIO TUCIUIUIEMUIO, OJHAKO JaeT BO3MOXKXHOCTh
YCTaHOBUTH CTETIEHb €€ aTepPOTeHHOCTH.

Tabauya. Knaccudukanus runepaunonporennemvuii BO3 (Fredrickson D., 1965)
Table. WHO classification of hyperlipidemias (Fredrickson D., 1965)

®enoTun XOJ'leCTe]]l/l]-l TJ1a3MbI 'I‘pl/ll"J'lP[l.lepl/lIlbl WN3menenuns JIMMONPOTEU10B ATEpOI‘el-[HOCTb
1 He3nauurenbHo noBbiiieH  [ToBbIlIEHBI UM B HOPME T XM HeateporeHHblit heHOTHT
Ila [oBbilieH B nopme 1 JIMTHIT Bricokas
I1b [oBbilieH IToBbIlIeHBI 1 JITTHIT un JITTOHIT Bricokas
111 [ToBbilieH [ToBbItIeHBI 1 JIIIT Bricokas
I\ Yaiie B HOpme TToBbllIeHBI 1 JITTOHIT YMepeHHas
A\ HesnaunTtenbHO MOBBILIEH [ToBbImIeHb! 1 XM u JITIOHIT Huskas

Ilpumeuanue. XM — xunomukponsl; JITTHIT — nunonporeuast HUu3koi riotHocty; JITTIOHIT — nunonpoTenapl O4eHb HU3KOW MIOTHOCTH;

JITII — numonpoTenabl MPOMEXKYTOUHOM MIIOTHOCTH.
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XUJTOMUKPOHEMUSI —  KJIMHUYECKOE COCTOSIHUE,
CBSI3aHHOE C HAKOIUIEHWEM XWJIOMUKPOHOB B ILIa3Me
Ha (oHe TIKENO TUIMePTPUNIMLEPUIEMUN, OOBIYHO
¢ ypOBHEM TpurauiiepuaoB >10 mmonb/a. OHa conmpoBo-
JKIAETCST TIOBBIIIIEHHBIM PUCKOM BO3HUKHOBEHMSI a0l0-
MUWHaJIBHON 00/, TenaToCIJIEeHOMETaluu, JUIEeMUn
CceTYaTKU U OCTPOTO, OMACHOTO JUISl XKM3HU IMaHKpeaTHTa.
XUJIOMUKPOHBI — 3TO OOJIBIIINE JTUTTOTIPOTEUIBI, OOTaThie
TPUTIULIEpUIAMU, BbIpabaTbIBa€Mble CTEHKOW KHIIIEY-
HUKa B TOCTIpaHIUAIbHOM cOCTOSSHUU. OHU OBICTPO
BBIBOJISITCSI M3 KPOBOTOKA 3a CYET TMAPOJIM3a TPUTIIUILIE-
PUMIIOB JIUTIONIPOTEUMHJINIIA30, OCHOBHOTO TIYTU BBIBE-
NIEHWsI  JINTIOTIPOTEUIOB, OOTaThIX TPUTIUIIEPUAAMU,
XUJIOMUKPOHOB M JIMTIOTIPOTEUOB OUeHb HU3KOMW TIOT-
HocTu. COOTBETCTBEHHO HapyllleHne ee (PYHKIIUU JIEKUT
B OCHOBE XWJIOMUKPOHEMUU.

Cunnpom cemeiiHoit xunomukpoHemuu (Familial
chylomicronaemia syndrome, FCS) — 210 oueHb peakoe
3a00JieBaHKE, HACEAYeMOe IO ayTOCOMHO-PELeCCUB-
HOMY THUIIY, C HapyllIeHeM MeTaboIM3Ma JTUTMOTIPOTEN -
JIOB, TIpU KOTOPOM uMeeTcsl ne(eKT reHa JUMOoIpoTe-
WHJIUTIA3bl, YTO TIPUBOAUT K OYEHb BHICOKOMY YPOBHIO
TPUTIULEPUIOB B KpoBHU [2]. CreayeT TakKe yuuThIBaTh
U JApyrue MyTalluu ¢ moTepeil GyHKIUU B reHaX, KOTO-
pble PEryJIMpyloT KaTaboJu3M JTUTIOMPOTEUA0B, 0OraThIX
tpurnuuepunamu (GPIHBP1, anonunomporenn A3,
anosunonporenH C2, GPD1 u LMF1). J/luarHo3 cuH-
JipoMa CeMEWHOM XWJIOMUKPOHEMUU TOATBEPKIAAETCS
0o0HapykeHNUEeM TOMO3UTOTHBIX WJIM KOMIayH]I-TeTepo-
3UTOTHBIX TATOTEHHBIX BAapMAHTOB Te€Ha JIMITOMPOTE-
WHJNUTIA3bl C HU3KON aKTUBHOCTHIO WM OTCYTCTBUEM
akTUBHOCTU (epmeHTa. KittoueBoil XapaKTepuCTUKOM
CUHJIpOMa CEeMEWHON XUJTOMUKPOHEMUU CIy-
JKUT MOJIOYHO-O€/bIil 1BET MJa3Mbl C TMOBBI-
IIEHHBIM COJepKaHWEeM KaK XWJIOMUKDPOHOB,
TaK M JIUTIONPOTEUAOB OYeHb HU3KOW TIJIOTHO-
CTM, YTO TIPOSIBISIETCA KaK OUCAUNUAeMus V
tura no D. Fredrickson.

OpHako OOJBIIMHCTBO JIIOAEH €  XWiO-
MUKpPOHEMMEN UMEIOT He CHHIPOM CceMeli-
HOW XUJIOMUKPOHEMUM, a TOXOXHUil (heHOTHII,
TaK Ha3bIBaeMbIil MyJIbTU(hAKTOPUATBHBIA CUH-
npoM xujaomukpoHemuu (multifactorial chylo-
micronaemia syndrome, MCS), nmpu KoTopom
ocTaToYyHasi aKTUBHOCTb JIMTIONIPOTEUHIIMIIA3bI
BapbupyeT. MynbTH(haKTOPUATbHBIN CUHIAPOM
XUJIOMUKPOHEMUM — pe3yJIbTaT COUYeTaHus pas-
JIMYHBIX BapuMaHTOB HapyLIEHUN JUIMUIHOTO
oOMeHa: TeTepO3UroTHbIe MYyTallMd WM UX
KOMOMHAIIMM B TeHaX, OTBEYAIOIIMX 3a JIMTIH/I-
Hbiit oomeH (LPL, APOC2, APOAS5, GPIHBPI,
LMFI, APOE, APOC3), BeposITHO, TIaTOT€HHbIC
HYKJICOTUIIHbIE BapuWaHThl B TeHax-KaHIWIa-
Tax, COIYTCTBYIOIIME 3a00J€BaHUsI, KOTOpbIE
MOBBIIIAIOT YPOBEHb TPUTIIMLEPUIOB B TUIa3Me
(HEKOHTPOJIMPYEMBIi caxapHbI auabeT, TUIIO-
THPeo3), BHelTHUE (aKTophl (3710ynoTpedieHue

5] TIEQmbA: CHMITOAE

Caovikosa /1. . u coasm. HapyiieHust TMIMIHOTO 0OMEHA U TUPEOTOKCUKO3

aJIKOTOoJIeM, He3I0POBOe MUTaHKWE) U HEKOTOPBIE JIeKap-
CTBEHHBIE TpenapaThl (TJIIOKOKOPTUKOUIBI, HEUpo-
nenTtukun). IlammeHTsl ¢ MyabTU(dAKTOPUATBHBIM CHH-
JIPOMOM XUJIOMUKPOHEMUU MMEIOT MOBBIIIEHHBIN PUCK
pPa3BUTHUSI OCTPOTO TAaHKpeaTUTa, HO B MeEHBIIEH CTe-
MeHU, YeM TP CUHAPOME CEMEHOM XMIIOMUKPOHEMUH.
YpoBeHb TPUTIUIIEPUIOB B TIIa3Me TPU MYJIBTU(AKTO-
pUATLHOM CUHAPOME XUJIOMUKPOHEMHMHU Oojiee Bapua-
OelleH 1 HaMHOTO OoJjiee YyBCTBUTENIEH K JMETe U Jiede-
HUIO (hubpaTamMu, Torma Kak MpU CUHIPOME CeMEMHOM
XWUJIOMUKPOHEMUM KOHUEHTpAlMsl WX YMEHbIIIaeTCs
MHWHUMaJIbHO. BoJjibiioe coBnaneHne (peHOTUTIOB MEXIY
CUHIPOMOM CEMEWHOM XUJIOMUKPOHEMUU W MYJIBTU-
(akTOpUaTbHBIM CUHAPOMOM XUJIOMUKPOHEMUY BHOCUT
BKJIAJI B TPYAHOCTU JUATHOCTUKM U JIeUEHUS TTAlIMEHTOB
BO BCEM MHUpE, B CBSI3M C YeM TPYIIIa eBPOMEMCKUX IKC-
MepTOB TIPeACTaBUIa PEKOMEHAAMU IO OUAarHOCTHKE
CHHIpOMa CEMEWHOMN XUJTOMUKPOHEMUN U TIPEITOXKMUIA
JMUAarHOCTUYECKYI0 CHCTEMY OLIEHKU IJIsT MIACHTU(DU-
KalliM 3TUX TAlMEeHTOB, KOTOPYI0O MOXHO TPUMEHUTh
Ha npakTuke [3] (cM. pUCYHOK).

Ocoboe MecTo B TeHe3e BTOPUYHBIX HapylIeHUH
JIUTTUIHOTO OOMEeHa 3aHMMaeT SHIOKPUHHAsI TTaTOJIOTHSI.
IIIutoBUIHAsA Xeie3a PEryJIMpyeT MHOXKECTBO MeTabo-
JIMYECKUX TTPOIIECCOB, BKIIIOYAs OOMEH XKHUPOB, HapyIle-
HHUE KOTOPOTO SIBIIIETCS OTHUM M3 TJABHBIX (PAKTOPOB
pUCKa Pa3BUTHS CEPACYHO-COCYAMCTHIX 3a00JIeBaHUIA.
M36BITOK TUPEOUTHBIX TOPMOHOB MOBBIIIAET BEIPAOOTKY
0011Iero XoJjiecTeprHa, OMHOBPEMEHHO YCWJIMBAET €ro
KaTaboJIM3M M BBIBEACHUE C XETUbl0, YTO OOBIYHO CHU-
JKaeT ypoBeHb XoJjiecTeprHa [4].

JlarHocTuuecKan wiKana a9 nocTaHOBHMK
aunardosa CCX

Taeenan nepsuudan ITr (T vaTowas >10 mmons,/n)

MpeasapuTensHbIA 0THOP NaUWeHTos BHE 0B0CTpeHHs

Bannel CCX:
- CCX o4eHb BOSMOMHE]

CCX manosepoATHE;

=8: CCX o4YeHb ManoBEpOATHG.

2 Fanuewmpzund TIE Azame © MHTCREANGM He MoHes 1 meciua.
IPFTITARLS WCIHTOME MOTYT AOTANLIOIETLC M3 MAHIMEE SMCE0TD
winazs T (peaeal

0 AMEQTOAL, JASSCT, METIAGNHSCCKHA CHIODOM, TANOTHDCNN, THE,
An. mpenEmRT;

€ ECnd QHaTH NOCT2EACH B0 SRevs DRDCMEHHOTH, #eolenanms
TOETORHEA DUSHAS Q7 MOOTICREOSHAT QAITHIIE MO D003,

Pucynok. JIlnarnocTuyeckasi mKaua JJisi NOCTAHOBKY MATHO32a CHHIPOMA
CeMeiHOM XUJIOMUKPOHEMUH.

I'Tr — runeprpurunepuaemusi; TT' — Tpurmanepunst; LT — runepaunm-
nemusi; CCX — cMHAPOM ceMeifHO# XUIOMUKPOHEMUH.

Figer. Diagnostic scale for the diagnosis of Familial chylomicronaemia syn-
drome. I'Tr — hypertriglyceridemia; TI" — triglycerides; IJIII — hyperlipid-
emia; CCX — familial chylomicronemia syndrome.
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JAnddy3HbIll TOKCUYECKNT 300, UMEHYEeMbI TaKXe
oone3nnio IpeiiBca—ba3zemosa, mnpencTtaBisieT CcoOOI
ayTOMMMYHHOEe 3a0oJjieBaHMe, pa3BUBAIOIIEeCs BCIIE-
CTBHME BBIPAOOTKM aHTUTEN K PEUENTOpy TUPEOTPOTI-
Horo ropmoHa [5]. Cpeau eBporeiilieB cpenHsisi 3a00e-
BaeMocCTb coctaBisieT 20—25 ciryyaeB Ha 100 ThIC. B TO/I,
IUdGY3HBIA TOKCUYECKUI 300 OTHOCUTEIBHO PEIKO
BcTpevaetcs y nereid (8:1 maH). Boneror npeumyiie-
CTBEHHO JETH B TIperybepTaTHOM U TyOepTaTHOM BO3-
pacte, JeBOUKHM dYallle MaJlbduKoB B 6—8 pa3. JlaHHoe
3a0oyieBaHNe y AeTell pa3BUBAETCS MOCTEIIEHHO U OYeHb
BapuabeIbHO B KIIMHUYECKUX cUMITOMax [6].

B nmaHHOI cTaTbe MBI TIPUBOIMM CJIOXHBIM KITWHU-
yeckuit ciyvaii manmeHntku H., 13 ner, HaOGmonaBieiics
¢ 1uddy3HBIM ToKcuueckuM 3000Mm II creneHu u mMynb-
TU(AKTOPUATLHBIM CUHAPOMOM XUJIOMUKPOHEMMUMU.

Kmmamueckmii caywaii. B HosiOpe 2016T manm-
entka H., 13 jer, oOpaTuiachk ¢ kajobaMu Ha ITOBBI-
IIEHHYI0 BO30YIMMOCTh, BBIPAKEHHYIO TaXUKapauio,
Ccl1aboCTh, OBICTPYIO YTOMJIIEMOCTb, PaCCeSIHHOCTb,
TpymHoCTH B yuebe. [1pu o6cnenoBaHUM ObITN BBISIBJIEHBI
U3MEHEHUsT B YPOBHE TOPMOHOB IMUTOBUIHOMN 3KeJIe3bl
B BUIE CHWXEHUS YPOBHS THUPEOTPOITHOTO TOPMOHA
no 0,001 MmxME/mn (pedepentHsie 3HaueHust 0,47—
4,13 mxME/min), ypoBenb T4 cBobGomHoro — 2,17 Hr/mi
(pedepenTtHbie 3HaUeHMsT 0,78—2,23 HI//T), MOBBIIIIEHUE
ypoBHs T3 cBobomHoro 10 9,3 rir/mi (pedepeHTHbIe 3Ha-
yeHus 2,23—4,22 nr/mn). [lpu uccienoBaHUM JUTAI-
HOTO COCTaBa KPOBUW BBISIBIIEHBI TOBBIIIEHUE YPOBHS
o011ero xojiectepuHa 10 6,88 MMOJIb/JI, TPUTIULEPUIOB
1o 23,31 mmounb/a, xuiie3 rasMbl. Panee nucaunuaemust
B aHaJIM3ax He OTMevalach.

W3 anamHe3a M3BeCTHO, 4TO TanneHTKa H. poxneHa
ot 3-ii 6epeMeHHOCTH, TIpOoTeKaBIlleil Ha (hOHe recrosa,
BTOPBIX CPOYHBIX poOAOB Ha cpoke 39 Hen. Macca
npu poxaeHnu 3660 1, mmrHa 57 cM. Cpenu epeHeceH-
HBIX 3a00JIeBaHUIA: OCTpbIe pecrUpaTOpPHBIE BUPYCHBIE
nHpekunu, BeTpsiHas ocna. [emoTrpaHcdys3uit 1 onepa-
TUBHBIX BMEIIIATEIbCTB He OBIIO.

OO6BEKTUBHO: IPU OCMOTpPE KoxXKa 6JIeAHO-PO30BOTO
1IBETA, OTEKOB U CHIITM He OOHApyXeHO, creluduye-
CKMX BJIEMEHTOB IO TUIY 3PYNTUBHBIX WU TajbMap-
HBIX KCAHTOM He ObLT0, pocT 169 cM (6oaee 95-ro mep-
HeHTus1), macca Tena 53 xr (75—90-i nmepueHTUIN),
BBISIBIIEHA JedopManus IIer 3a CYEeT YBEJIMYECHMUS
IMATOBUIHON KeJe3bl, TOBBIIIEHWE YacTOThl Cep-
NIEYHBIX coKpalleHuilt B mokoe no 120—130 yn/muH,
ypoBeHb apTepuaibHoro masiaeHusi 110/55 mMm pT.cT.
ITpu cGope ceMeitHOTO aHaMHe3a yCTaHOBJIEHA OTS-
TOIIEHHOCTh TI0 CEPAEYHO-COCYAUCTBIM U DHIOKPUH-
HBbIM 3a0osieBaHUsM. OTell 1eBOYKM He ObLI 00cieno-
BaH 0 HACTOSIIIEr0O MOMEHTa, OJHAKO TIPU TMPOBEpPKeE
JIUTIUIOTPAMMBl  OOHAPYXKUJICS TOBBIIIEHHBIN ypO-
BEHb OOIIEero xojecreprHa A0 8,2 MMOJIb/JI, a TaKXKe
XoJleCTeprHa JINTIOMPOTEUAOB HM3KON TIIIOTHOCTH
no 4,9 mmosb/i. Matb AeBoYKU HabJI0na1ach y SHIO0-
KPUHOJIOTA IO TTOBOIY TUTTOTUPE03a TSKEJIOM CTeTIeH !,

KJINMHUYECKUE CJTYHAU

XpPOHUYECKOTO MaHKpeaTuTa. ¥ 0a0yIIKy 10 MaTepUH-
CKOW JWHUU — TUMOTHUPEO3, Y JBOIOPOAHON TETH —
TUPEOTOKCUKO3; S5l JIeBOYKM YMEp B BO3pacTe
38 nmet oT MH(papKTa MUOKapaa, meayiika — B 67 Jer
OT MH(MapKTa MUOKap/a, IBOIOPOIHBIN A — B 26 JIeT
oT uHdapKTa MUOKapaa. B cembe ecTh 1BOE 310POBBIX
neteit B Bo3pacTe 12 u 27 JeT.

WccnenoBaHusi, MpOBeIeHHbIE B KJIMHUKE
B sHBape 20171, oOHapyXuau BBIpaXKEHHbIC M3MeE-
HEHUsI B JUIMUAIOTPaMME B BHIE TOBBIIICHUS YPOBHS
ob1ero xosecrepuHa a0 9,29 MMoOJb/A, TPUMIULEPU-
0B 10 63,36 MMOJIb/JT, XWJie3a TUTa3MBbl, JIMTIOTIPOTEUIBI
BBICOKOI TUTOTHOCTH 10 0,26 MMOJIb/J1. [Tpr 9TOM BBISB-
JIeHbl HapylIeHWsI B TOPMOHAJIbHOM Mpoduiie HIUTO-
BUJHOW 3KeJie3bl: ypOBEHb THUPEOTPOITHOTO TOPMOHA
cocraBuna 0,05 MkME/mn, T4 cBoGomHbiii — 2,3 Hr/mi,
T3 cBoGonHbIN — 11,4 Tir/MI1, aHTUTENIa K TUPEOTIEPOK-
cunaze — 370,8 En/mn (pedepeHTHbIE 3HAUEHUST MEHEe
35mEn/mn). [ToueuHo-TieueHOUHBIE TPOOBI OBLTM B TIpEie-
JlaXx HOPMBI. B cOOTBETCTBUY C KITMHUYECKUMU PEKOMEH-
JalysIMU 10 BeIEHUIO JeTell ¢ SHAOKPUHHBIMU 3a0o0Jie-
BaHUSMU Y TTALIMEHTKY OBbLT MPOBEPEH YPOBEHb AaHTUTEI
K pelernTropaM TUPEOTPOITHOTO TOpMOHa [6], KOTOpBIi
cocraBuna 7,2 En/n (Hopma 0,0—1,75 ME/mn). Ipu ynb-
Tpa3ByKOBOM MCCJIEIOBAaHUM IIIUTOBUIHOM KeJie3bl ObLIN
BBISIBJIEHBI MHOXECTBEHHBIE YIACTKU TTOHMKEHHOM 9X0-
reHHocTu. CuyHTUTpadus IIUTOBUIHON KeJie3bl MOKa-
3ajla 3HAYMTEJbHOE TIOBBIIIIEHWE 3axBaTa paanodapm-
npenapaTta B 00eMX HOJISIX IIUTOBUIHOM Keye3bl, J0Ju
YMEPEHHO YBEJIWYEHBI, Kejle3a pacriojioXeHa OOBIYHO,
MPaBUJIBHOM (DOPMBI, KOHTYPBI pOBHbBIE, UETKHE, pacIpe-
neneHue paauodapmripenapara paBHOMepHoe, nedop-
Malluii HE BBISIBJIIEHO.

VYuuThiBasi, 4TO MPHU BBICOKOM YPOBHE TPUTJIUIIE-
punoB Oosee 11,3 MMOIb/ pUCK pa3BUTUSI OCTPOTO
MaHKpeaTUTa CTAaHOBUTCS OoJjiee cepbe3HBbIM, OBLI IPO-
BelleH aHaJlu3 Kajla Ha TMaHKpeaTU4ecKyl 3JacTasy,
KOTOpBI TIOKaszan TipeBblllleHWe B 1,5 pasza (Oosee
500 mxkr/r) [7]. Apyrux TposIBICHUI TMOpakeHUs TOJ-
JKeJTYTOUHOM KeJie3bl OTMEUYEHO He ObLIO.

IlanimeHTKa  KOHCYJBTHpPOBaHA  O(MTaJbMOJIOTOM,
MaTOJOrMYECKUX UBMEHEHU I He 00HApYXKEeHO.

ITpu xonrepoBckoM MoHuTOpupoBaHuMu DKI 3ape-
TUCTPYMpOBaHA CUHYCOBasi TaxWKapausl C TIpeXonsiiieit
BO BpeMsI CHa aTpMOBEHTPUKYJISIpHOW Onokamoit I cre-
MeHW W PeIKMMU BIN30[1aMU aTPUOBEHTPUKYJISIPHOM
omokans! Il cremenn 1-ro tuma. CpemHsisa 9acToTa cep-
JIEYHBIX COKpalleHui coctaBuiaa 123 yin/MUH, MUHU-
ManbHas — 65 ym/MuH. B HOYHOe BpemsT yacToTa cep-
JIEYHBIX COCTOSIHWI B cpeaHeM coctaBuia 105 yn/mMuH.
ITay3 putma 6onee 1,5 ¢ He 3apeructpupoBaHo. Llupkan-
Huiit ipoduins puruassiil (LHLWU=1,17). [Tpu manyanbHOM
ananuse uHTepBan Q—T coctaBui 326 MC MpH YacToTe
cepaeuHbIXx cokpatieHuit 105 yn/mun, Q—Tc=434 wmc.
3apeructpupoBaH | 3mu301 KeIyJAOouykKoBOW W | 3mu-
3011 TIpencepaHoi Taxukapauu. Ilpu sxokapanorpadun
OTKJIOHEHUI OT HOPMbI HE OOHApYKEHO.
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JInsT  yTOUYHEHUs TPWYMHBI  TUTIEPTPUTIIMIEPU-
JIeMUUW TIAlWEeHTKe TIPOBEeIeH TeHETUYECKUi aHalIn3
MyTeM MacCOBOTO IapajjieIbHOTO CEKBEHMPOBAHMSI
(cekBeHUpoOBaHUE cienytoliero rmokoieHusi, NGS)
¢ ucnosb3oBaHueMm ruiargopmbl Illumina HiSeq 1500,
B XOJle¢ KOTOPOTO OBIIM MCCleAoBaHbl 63 reHa. [eHeTu-
YeCKUX BapUaHTOB, aCCOLIMMPOBAHHBIX C DPa3BUTHEM
MOHOT€HHBIX JWCIUMUAEMUN, TaKWX KakK, CceMeiHast
TUTIEPXOJIECTEPUHEMUST WU TUTIEPTPUTITULEPUIEMMUST,
oOHapyxxeHO He Obulo. CUHAPOM CeMENHO XWo-
MHUKPOHEMHMM TakKXe He OBbUI ToaTBepXieH. Ilamm-
eHTKa H. gBJIsSIeTCST TETepO3UTOTHBIM HOCHUTEIEM IO~
mopdusMoB TteHoB ABCGS (NP_071882.1:p.Aspl19His/
NC _000002.11:2.44066247G>C), APOE (NP_000032.
1:p.Cys130Arg/NC_000019.9:2.45411941T>C) u (NP_
000032.1:p.Arg176Cys/NC_000019.9:2.45412079C>T),
LDLRAPI (NP_056442.2:p.Val1671le/NC_000001.10:g.
25889174G>A), AMPDI (NP_000027.2:p.GIn45*/NC _
000001.10:2.115236057G>A) u (NP_000027.2:p.Pro-
81Leu/NC_000001.10:2.115231254G>A).

Ha ocHoBaHUM XapaKTepHOM KIMHUYECKON KapTUHBI
(TIOBBIIIIEHHAsT BO30YIMMOCTD, BBIpaXKeHHasl TaxWKap-
IUst, c1aboCTh, OBICTPast YTOMJISIEMOCTb, PACCESTHHOCTD),
J1abopaToOpHBIX MoKa3aTeneit (BbICOKMIT ypoBeHb T3 cBO-
0OIHOTO ¥ HU3KOE CoJiepXKaHUE TUPEOTPOITHOTO TOPMOHA
B KPOBM), HaJIM4IUs CIeU(PUIECKOrOo MapKepa — aHTHU-
TeJ K pelienTopaM TUPEOTPOITHOTO TOPMOHA ObIJT ITOCTaB-
JIeH nuarHos: auddy3Hbiii Tokcuueckuit 300 11 crenenu,
TUPEOTOKCUKO3 JIETKOM CTENeHM TsKecTh. MynbTrhak-
TOPUATBHBIN CUHIPOM XWJIOMHUKpPOHEMUM. [HTepaumo-
nporernHemust Tun V no Fredrickson.

OpmHako HaJIM4Ke BBIPaXKEHHBIX U3MEHEHUH B JTUTTHI -
HOM COCTaBe KpOBM B BUJE 3HAYUTEIBHOTO yBeJMYe-
HUST YPOBHST TPUTJIMIIEPUIOB, YMEPEHHOTO TTOBBIIIIEHUST
colepKaHusl OOIIEero XoJieCTepuHa, Xuje3a TIIa3Mbl,
OTCYTCTBME KJIMHUYECKUX TPU3HAKOB OCTPOTO ITaH-
KpeaTuTta TIpU OJHOBPEMEHHOM YMEPEHHOM ITOBBI-
IEHWW  aKTUBHOCTM  TAHKpPeaTMYeCKON  31acTasbl
B 1,5 pasza co3pasio TpymZHOCTU Tipu auddepeHImranb-
HOI JWArHOCTUKE MEXIYy CUHIPOMOM CEMEWHOU XUJIO0-
MHUKPOHEMHWH W MYJBTU(DAKTOPUATBHBIM CUHIPOMOM
XWIOMHUKpOoHeMUM. [Ipu 3TOM mpakTUdecKas JAWarHO-
CcTUYecKasl CUCTeMa OLIEHKU CHHApOMa CEMEMHOMN XMITo-
MHMKPOHEMHH TTO3BOJIMIA UCKITIOYUTD €TO Yy MallueHTKH,
TaK KaK CyMMa BCeX WMEIOIINUXCS ITyHKTOB COCTa-
Buja <8 OaJIJIOB, YTO CBUIETEILCTBOBAJIO B TTOJIb3Y MYJIb-
TU(hAKTOPUATBLHOTO CUHAPOMA XUJIOMUKPOHEMMUH.

C 1uenbl0 KOMITEHCAllMM THUPEOTOKCHUKO3a ObLIO
Ha3Ha4YeHOo JIeUeHWe B BUAE MpUeMa ThamaszoJia B 03¢
20 wMr/cyt, s HOpMaau3alMy 4YacTOThl CEepIASUYHBIX
COKpallleHUll — TpoTpaHojIo B 1o3e 20 MT/CyT, a TaKxKe
cTporast IMeTta ¢ UCKII0YeHUEM TTUIIN ¢ BBICOKUM TITUKe-
MHWUYECKUM MHIEKCOM M BBICOKMM COJEPKaHUEM SKUBOT-
HBIX XHUPOB C ILEJbI0 CHVKEHUSI YPOBHS TPUTIIMIIEPU-
noB. Ilociae DOCTMIKEHWST TTOJOXUTEIBHON JWHAMUKU
B BUJIe TOBBIIIEHUST YPOBHSI THPEOTPOITHOTO TOPMOHA,
cHuxeHust ypoBHeit T3 cBoGomHoro, T4 cBoOGOmHOTO,

Caovikosa /1. . u coasm. HapyiieHust TMIMIHOTO 0OMEHA U TUPEOTOKCUKO3

a TakKe aHTUTEJI K THPEOIepoKCHIa3e 103a TMamasoJa
ObLTa cHUXeHa 1o 15 mr/cyt. OgHako Ha (GhoHe JeueHUst
YpOBEHb TPUTIULEPUAOB U XOJECTepUHA TMPOTOJIKAI
MOBBIIATECST — 63,26 U 8,87 MMOJIb/JT COOTBETCTBEHHO
U coxpaHsicsa xuie3. [lanyeHTKe Oblla peKOMEeHIOBaHa
«IMeTa CraceHus» TPU TUMEPTPUTITULIEPUIEMUM, pa3pa-
OOTaHHasI IMETOJOTaMH JIUTIMIHON KIMHWUKY T. MloxaH-
Hecoypr (FOAP) ox pykosoactBoMm npod. F.J. Raal [8],
KOTOpasi MO3BOJISIET 3HAYMUTEIbHO YMEHBIIUTH KOJIMYE-
CTBO 9K30TEHHBIX XXUPOB M CHU3UTh YPOBEHb TPUTIIHIIE-
pUIOB B Ta3Me KpoBH. Koan4ecTBO XXUPOB TPU TAKOM
BapHUaHTe IueTe Y O0TbHBIX C BBIPAKEHHOM TUTTePTPUTII -
LHepuaeMueil He 10JKHO TipeBbiath 10—15% ot cyrou-
HOI SHEPreTUYeCKOW LIEHHOCTU TWIIUA, TPU JIeYeHUN
WHOT/Ia MCITOJIb3YIOT MAcjIO TPEIKOro opexa, XKupopac-
TBOPUMBIE BUTAMUHBI.

B TsDKenbIX citydasix py BEIPasKeHHOM TUTIePTPUTII -
LHepUAEeMUN 1T TPOMPUIAKTUKA OCTPOTO TaHKpeaTuTa
MOHO WCITOJIb30BaTh Tuiazmadepes. Ilpornenypa mras-
Mmadepesa, coriacHo EBpomeiickuMm pekoMeHIaLsIM
no JsedyeHuto aucaunuaeMmuit ot 2019 r, mpoBoaUTCS
MpU TOBBIIIEHUU YPOBHSI TPUIIMILEPUIOB HATOIIAK
6osiee 1000 mr/mn (>12 mmonw/n) [7, 9]. Ha ocHoBaHuuM
3TUX pEeKOMEHAAIMI pelIeHueM KOHCHJIMyMa pPeOeHKY
ObUT Ha3HAUYEH TpaBUTAIIMOHHBIN TTa3Madepes ¢ LeIbIo
CHUXEHUsI YPOBHSI TPUIJIMLIEpUI0B MeHee 11,3 MMoJIb/I.
IMpouenypsl TmIazmMadepe3a ¢ 3aMEHON  yIaasieMOTo
o0beMa CBEXE3aMOPOXEHHOW JIOHOPCKOM  TJ1a3Moi
OCYIIECTBIISUTA ABAXKIbI, YTO TTPUBEIO K OBICTPOI TTOJIO-
JKATETbHON IWHAMUKE C CYIIECTBEHHBIM CHIDKEHUEM
YPOBHS TPUTIULEPUIOB 10 6,18 MMOJIB/J1, 00ILIErO XO0JTe-
crepuHa 110 4,61 Mmmounb/n1. B mocienyionemM ObuTa Ha3Ha-
YeHa JIMIMUACHMKAoAas Tepanus — ¢peHoGuopaT B 103€
145 wmr/cyt. JleueHue TpOIPOHAIOIOM OBLIO PElIeHO
MPOIOJIKUATH, B BULY COXpAaHEHUs IMTePUOIOB TaXUKaPIAUU
MO pe3yJibTaTaM XOJTEPOBCKOTO MOHUTOpHpoBaHus DKI.

Ha ¢onHe neyeHust B TeyeHMe 6 MecC OTMedvaach
CTolKass HOpMaJM3alusl YpOBHsI XxoyiecTepuHa (B cpel-
Hem 3,08 MMOJb/J) W TPUTIULEPUAOB (B CpeaHEeM
0,95 mmonb/n). Tlocne HopManu3alUM YPOBHSI TPUTIIU-
nepuaoB (eHopubdpar ObUT OTMeHeH. JleueHrWe OCHOB-
HOTO 3a00JieBaHs ObLTO TIPOIOJIKEHO CO CTAaOMTM3alInei
coctostHUs. [Ipy TMHAMUYECKOM HAOIIOICHUY TTOBBIIIE-
HUST YPOBHS JIUTTMIOB HAMU B JaJibHEMIIIEM He Haboma-
Jock (ypoBeHb o01Iero xosecrepuHa 3,5—4,1 mmoub/i,
JIMTIOTIPOTEUAOB HU3KOM TUIOTHOCTH — 2,4—3,2 MMOJIb/1I,
tpurauuepuaoB — 0,5—1,5 MMoJb/i1), TIallMEHTKa Tpo-
JoJDKaeT TPUHMMATh THaMas3ojd. B Hacrosinee BpeMmst
(4 rona HaGmMOmEeHMs) JUMUIHBIA COCTaB KPOBU OCTa-
eTcsl Oe3 HapylIeHWIi: YpOBEHb OOIIEro XoJecTepuHa
4,26 MMOJTb/J, JUTIONPOTEUIOB HU3KOM TIJIOTHOCTH —
2,1 Mmoib/11, TpurnuiepunoB — 1,5 mmoins/n. [pu uccne-
JIOBAaHUM YPOBHS TOPMOHOB IIMTOBUIHOM KEJIE3bl:
TUpeoTporHbIii TopmoH — 2,8 MKME/mn, T4 cBoGos-
Hulit — 1,17 vur/mn, T3 cBoboaHbIN — 3,52 nir/Mi1. [TporHos
JAIbHEMIIET0 TEeYeHUs] THUPEOTOKCMKO3a W M3MEHEHMt
B JIMTIIMIOTpaMMe, Ha Halll B3IVIsIA, HEOTHO3HAYeH, TakK
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KaK TEHETUYCCKUEC MOaHHBbIC ITaIMCHTKH ITOTCHIMAJTIbHO
MOTYT IIPUBECTU K l'IOBTOpHOI7[ JUCITIUITUACMUAU, BEPOATHES
BCE€TO, HAa (.J[)OHG JIeKOMTIeHCAllM OCHOBHOTO 3a00JIeBaHUS.

0OO6cyxaeHue

IIpencraBieHHbIN KIMHUYECKUIA caydyali mpuBIeKaeT
BHUMaHME K BOIPOCAM CJOXHOTO AMAarHOCTUYECKOTO
rnmoucka Tipu runeprpuriuuepuaeMusx. CI0OXHOCTb
IMOCTAHOBKM JMAarHO3a MallMeHTKW COCTOsIa B TOM,
YTO OOBIYHO TUNEPMYHKIMS HIUTOBUAHON >Kejae3bl
MPUBOAUT K CHUXXEHUIO YPOBHS JIMTIUIOB 0 HOpMaJlb-
Horo wiu MeHee [10]. Beicokne ypoBHU TPUTIIMILIEPUIOB
U XWwie3 TIa3Mbl MPUBEIW K HeooxomumocTu audde-
peHuManuu 3aboJieBaHUI, COTPOBOXKIAOIIUXCSI TUTIEP-
tpurnuuepunemueii. I[pumenenue JHK-guarnoctukm
MMO3BOJIMJIO OTPOBEPTHYTh HACJIEACTBEHHbIE MOHOTEH-
Hbie pucaunuaemund. CUHIPOM CeMEHHON XWJIOMUKPO-
HEMUU U MYJbTU(hAKTOPUATbHBIM CUHAPOM XWUJTOMMU-
KpoHeMuu — 3a0o0JeBaHUs, KOTOpble OOBEAUHSIOTCS
HapylieHMeM oOMeHa XWJIOMMKPOHOB, HO pa3nyaroTcs
10 YacToTe, PUCKY BO3ZHMKHOBEHUs IMMaHKpeaTuTa, Kap-
NMOMETA00MYECKOMY PUCKY M peakllMd Ha JieuyeHue,
HarpaBJIieHHOE Ha CHUXXEHUE YPOBHSI TPUTJIMLEPUIOB.
OrcyTcTBUE MAEHTUMUKALIMYA TeHETUUYeCKUX OMoMapke-
POB, XapaKTepHBIX JJISI TTAIIMeHTOB C CUHAPOMOM CeMei-
HOM XMJIOMUKPOHEMUU, TTIO3BOJIMIIO UCKITIOUUTD JaHHbI
muarHo3. Kpome toro, 6amibHast cucteMa KIMHUYECKOMN
OLIEHKY TIOMOTJIa a/IeKBATHO OLICHUTh 3TU JIBA COCTOSTHUSI
U YCTAaHOBUTH JIHMATHO3 MYJIBTU(AKTOPUATBHOTO CUH-
JIpoMa XUJIOMUKPOHEMHUM.

Crparterust JiedeHHsT 3a0o0JieBaHUSI JOJDKHA OBITh
HarpaBJieHa Ha TIpeJoTBpallleHue IMaHKpeaTuTa, KOTO-
pbIi XapaKTepu3yeTcsl 3aMETHBIM MOBBIIIIEHUEM 3a00J1e-
BaEMOCTM M CMEPTHOCTU TalueHToB. HecMoTps Ha TO
YTO HE Y BCEX MALMEHTOB C TMIIEPTPUTIIMLEPUIEMUEH,
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